.
At the fourth annual Personal Genomes meeting at Cold Spring Harbor in New York last week, Lyon argued that researchers should routinely conduct their studies in certified laboratories so that they can provide participants with results as soon as possible, adding that he plans to do so himself from now on. It is a pressing issue: according to Richard Gibbs, director of the Human Genome Sequencing Center at Baylor College of Medicine in Houston, Texas, roughly 5,000 human genomes will be sequenced this year, with some 30,000 expected next year.
But ethicists point out that although researchers and physicians may feel obliged to disclose genetic information, they must also consider other factors. "This is not just about patients or doctors. These disclosures have societal implications that need to be considered, including downstream cost, " says Ellen Wright Clayton, director of the Center for Biomedical Ethics and Society at Vanderbilt University in Nashville, Tennessee.
Genome sequencing is now starting to be used in the clinic to guide diagnosis and treatment decisions (see News Feature page 22).
At the Medical College of Wisconsin in Milwaukee, for example, paediatrician and geneticist David Dimmock offers genome sequencing to children with undiagnosed diseases. The programme is controversial because many researchers think that too little is known about how most rare genetic mutations contribute to disease for the knowledge to help patients. He points out, however, that a handful of cases have been reported in which sequencing has led to a cure or improved treatment 2 . Using a clinically certified lab, Dimmock's team sequenced the genome of an infant with acute liver failure, and discovered that she had two mutations in a gene called Twinkle. Earlier research had linked those mutations to progressive eye and neurological conditions, and an associated liver disease. As a result, doctors determined that a liver transplant -a standard treatment for acute liver failure -would not help the infant, and recommended against it 3 . She died when she was 6 months old.
"This was not a happy ending -but in a sense it was, " says Dimmock. Disclosing the genetic information spared the infant from spending her remaining few months recovering from a gruelling, unnecessary transplant, he says, and saved a scarce liver for a child who might benefit from it more. ■
